We describe three unrelated patients with apparently identical interstitial deletions of the segment (18) (q12.2q21.1). They were a short and markedly mentally retarded 5 year old girl, a macrocephalic and obese 2½/ year old boy with moderate mental retardation, and a macrocephalic, severely mentally retarded 5 year old boy. Findings common to all five liveborn patients so far identified as carrying this deletion include a pattern of minor dysmorphic features (prominent forehead, ptosis of the upper eyelids, full periorbital tissue, epicanthic folds, strabismus), muscular hypotonia, seizures, behavioural disorders, and lack of major malformations.
Case reports
The main findings in the three patients are listed in the table and this information is not necessarily duplicated in the text. In patients 1 and 2, birth measurements were not recorded. CASE 1 Patient 1 was from Zurich, Switzerland. This girl was the second of five children of unrelated and healthy parents of Albanian origin. At birth, her father was 26 and her mother 24 years old. Delivery took place at home. Psychomotor development was delayed from birth. Free sitting was achieved at 12 months and walking at 4 years 9 months. Tonic-clonic seizures began at 2 years of age and thereafter occurred at regular intervals.
At the age of 4 years 11 months (figs 1 and 2), her height was 100 cm, weight was 16-5 kg, and head circumference was 50 cm. In addition to the findings listed in the table, she showed the following abnormalities: brachycephaly, short and slightly prominent forehead, a hypotonic facies, flaring of the medial eyebrows, curved eyelashes, no strabismus, short palpebral fissures (2-3 cm, mean for age 2A45 cm), and a short nose with a moderately prominent bridge and sharp tip, a hypoplastic philtrum, no marked maxillary hypoplasia, no mandibular overbite, downturned corners of the mouth, small and carious teeth, prominent lateral palatine ridges, large ears with large lobules (ear length 6-5 cm=75th to 97th centile), no prominence of the antihelices, and normal auditory canals. She also had a broad neck, normal chest and protuberant abdomen, hypoplastic labia majora and minora, perianal and perigenital eczema, small hands (hand length 12 cm=25th centile) with tapering fingers, no transverse palmar creases, no clinodactyly of the fifth fingers, small feet (length 15-5 cm=3rd to 25th centile) with normal toes, and a naevus measuring 3 x4 cm over the lateral left hip. She spoke two or three words, but was completely incontinent. Cardiac examination and abdominal palpation was normal. Psychomotor development was judged to be at a level of about 1 to 1½/2 years with more marked deficit in language and fine motor skills as compared to gross motor and social skills. There was muscular hypotonia, but tendon reflexes were normal. Formal testing was impossible because of non-cooperation and anxiousness. 
